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I have ED, can I play
sport?
Yes, you can!! – see page 4

We would like to say a big thank you to everyone who has taken the time
recently to help us with ideas and decisions on what it is the Society
should do instead of the Annual Christmas Party.
Looking through your answers to our recent survey, we can see that many
of you wish to have an event in the form of a fun day/fundraiser in the
spring/summer months.
Obviously, this is just a baby step and there will still be a lot more brain
storming needed, along with planning on where this event will be and
what it will involve!

Membership changes!
Please read on page 9

Disneyland Paris
Our magical gift! – page 7

A lot of you mentioned you would find it beneficial to have members of
our MAB available to talk to, which we agree would be extremely helpful
to everyone. So again, it is trying to think of an idea and incorporating
these talks with our MAB in too.
Once we gather all the information needed from our recent survey, we
would like to do another survey so, please do keep an eye out for an email
regarding this, and again your time and thought will be much
appreciated!

Genetic Inheritance
Patterns
How Genetic Disorders are Inherited
Page 11

If anyone has any expertise in this area or would be willing to help, please
let us know.

Temperature Research
Programme
Our experience – see page 8
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MEMBERSHIP
Membership will give you access to the
Support Fund, newsletters, assistance to
obtain DLA/PIP etc., and voting rights.
Please return your form as soon as possible to
ensure you have full access.

SYMPTOMS
QUESTIONNAIRE
Could you please ensure you have completed
a symptoms questionnaire for each individual
who has ED in your family. This document
hugely helps us when answering any of your
concerns or when assisting you with DLA
applications, appeals, tribunals, schools,
doctors, etc.
So, if you have not completed one for many
years could you please do a new one; they are
available to download from our website.

Trustees
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ALLOWANCE & P.I.P.

Andy Ponting

We are always happy to help you complete
the forms.

Stephen Ayland
Simon Lees-Jones
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Fundraising Co-ordinator

It’s best if the forms are right from the
beginning in the hope that the claim will not
have to go to appeal or tribunal.

Sharon Cooper

If you are unsuccessful, we are happy to write
an appeal letter for you and if necessary,
attend a tribunal with you.

Scott Gallacher
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Volunteers

BLUE BADGE
To obtain a Blue Badge you can either apply
online at https://www.gov.uk/apply-bluebadge or telephone your local Social Services
Blue Badge Team for an application form.
Many of our families already have a Blue
Badge. If you would like our help to complete
the forms or if your application has been
turned down, help to appeal please email
info@edsociety.co.uk
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Help us keep you connected!
Because we are a charity, we need to be sure you’re
happy for us to keep in touch. If you could take just
a moment to let us know, this will ensure you’ll
remain on our mailing database, and that you will
keep hearing about the positive ways the ED
Society can help you!

Changes in the ED office
Unfortunately, we had to say goodbye to Emma in
August, but we would like to welcome our newest
member of staff, Jaye 😊
Jaye has Ectodermal Dysplasia herself and has a
little boy (who does not have ED).
We are very happy to have her on board at the ED
Society!

Keep Blogging!!
We are very fortunate at the Society to have
some great blogs from our members.
When you get a moment, please take a look at
the following blogs.
You will be able to pick up some bits of advice as
well as read some comforting and inspiring
stories.
Niamh Woods, age 18, “Miss Wiggy”
https://niamhwoods.wordpress.com/
Meghan Jones (mum to Hamish aged 3) –
“Keeping it Cool”
https://edkeepingitcoolblog.wordpress.com/
Kate Eccles (mum to Poppy aged 5) – “Along
came Poppy”
https://along-came-poppy.blogspot.co.uk/

ED Society Medical Advisory Board
Sadly, we are having to say goodbye to Prof. Nichola Rumsey, Physcologist on our Medical Advisory Board, at the
end of this year as she is retiring. We would like to thank Nichola for all her help, support and advice and she will
be missed by us at the Society.
We would like to welcome Heidi Williamson. Heidi is a Chartered Health Psychologist, Senior Research Fellow at
the Centre for Appearance Research (CAR) and Senior Lecturer at the University of the West of England.
Her work involves research and project management, teaching and doctoral
supervision. She has been based at CAR for the past 10 years, predominantly
devoting her time to understanding psychosocial adjustment to appearancealtering conditions and injuries, designing and evaluating interventions to
support those who are struggling, and supporting multi-disciplinary health
professionals to improve the care of patients with body image concerns. She is a
member of CAR’s senior management team, sharing responsibility for the
growth of what has become the world’s leading and most influential center for
body image and appearance research.
She collaborates closely with patients, family members, health professionals, the UK’s National Health Service and
private health providers in the UK and provides consultation on body image-related projects across Europe, in
Australia, the USA and Canada.
Thank you Heidi for joining the ED Society’s Medical Advisory Board and welcome from all of us 😊
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Can my child take part in Sport?
Yes, they can have Ectodermal Dysplasia and play sport
or take exercise.
Having a lack of temperature control shouldn’t prevent
your child from trying any type of exercise or sports
activities. Although overheating can be difficult, or
even dangerous, it is important to have a balanced
approach. It is important for a child to find out what
they can do and how to extend this safely.

However, for people who have Ectodermal Dysplasia
and have little or no ability to sweat, provision must be
put in place to help participation, such as:
•

only wear cotton sports clothes

•

wear a wet T-shirt

•

have a bucket of water or spray bottle on the side
line (to pre-wet your clothes and keep them wet)

•

sit with hands (and/or feet) in a bucket of cold
water – hands best

•

wet the head

•

have a hand held electric fan for face fanning*

•

have a bottle of drinking water on the side line

•

wear wet cotton wrist and head bands*

Exercise is good for the body and mind in many ways
such as it:

•

wear a cooling jacket

•

have a slushy icy drink before starting

• allows the pupil to succeed and excel in competitive
sport and other physically demanding activities

•

wear a helmet cooling liner (take the helmet off
when sitting on the side line)

• helps pupils become physically confident in a way
which supports their health and fitness

•

have bare feet or use very thin cotton socks

•

play for half a game

•

find shade whenever possible

•

exercise/train at coolest times of day

•

start your exercise cool

•

set up a “cooling station”: large fan (whole body
fanning), spraying bottle, shade (gazebo), buckets
of cold water (for hand immersion), ice/slush
drinks

Allowing a child to try various activities enables them to
learn whether or not they like the sport; how to
accommodate their inability to sweat (if, indeed, they
can't sweat: many people with various types of
Ectodermal Dysplasia can produce sweat); and when to
acknowledge that some activities may require more
than their bodies can comfortably deliver.

• helps pupils to learn fairness and respect; teaches
team work; belief in their abilities; resilience and
builds mental strength
• teaches that perseverance to stick at a task and the
ability to bounce back from life’s set-backs are
qualities that have a major impact on life chances

For individuals who have Ectodermal Dysplasia and
cannot regulate their temperature even a small amount
of exercise/sport will be beneficial.
If you don't see your child sweating that doesn't mean
they don't sweat. Children sweat less than adults, but
because they are small they can remove relatively more
heat via non-sweating means and so may not need to
sweat as much. It may only be as your child grows taller,
heavier and starts puberty that sweating becomes
more obvious.
So, the principle to adopt is ... within reason the more
exercise the better but even a little bit is good!
We have ample evidence of individuals with Ectodermal
Dysplasia who have successfully participated in sports,
including athletics, football, basketball, rugby, track,
tennis, gymnastics, swimming, martial arts, bowling,
etc. Included in that number are some individuals who
were extraordinarily successful and deemed
champions.

Some of the above (*) make you feel cooler the others
are good ways of actually cooling.
Talk to the referee/coaches, school, etc., so they
understand the issues and ensure that appropriate
provision is put in place.
Winter can be a good time to play sport.
Swimming can be an excellent choice too: the pool
would have to be really hot for you to have any chance
of over-heating!
REMEMBER: Water!! Keep hydrated and use it on
the surface of the body as artificial sweat.
If you have any concerns regarding sport or wold like to
take part in the Temperature Regulation Research,
please contact Heather Massey via email –
heather.massey@port.ac.uk or the ED Society;
info@edsociety.co.uk.
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“ASK YOUR PHARMACIST”
Liz Ponting – Gloucestershire Pharmacist
How many of you are well informed about the free and
easily accessible ‘health’ resource on your doorstep?
I have been qualified as a pharmacist for 35 years, and
during this time the Royal Pharmaceutical Society of
Great Britain and other health bodies, have tried to
promote the pharmacy profession as a health resource
for the public to access.
As the current National Health Service (NHS) pressures
increase, with long waiting times and a shortage of
family doctors the message is stronger than ever. The
NHS is now employing pharmacists to work within
some doctor’s surgeries to support patients with
complex, long-term medical conditions. There are also
some community pharmacies that offer a minor
ailments service and can also support patients who
need urgent medical care. Therefore, why not ‘ask your
pharmacist’?
Every community pharmacy that dispenses
prescriptions or sells pharmacy only medicines must
have a fully qualified pharmacist on the premises,
available to supervise over the counter sales and check
the clinical content of prescriptions. This also ensures
that an expert is available to offer advice to the general
public without an appointment. More recently many
pharmacies are open until quite late in the evening
providing the opportunity to seek advice during most
waking hours. If you call at a particularly busy time you
may be asked to wait a few minutes, but generally you
will be seen very quickly. To qualify as a pharmacist
today entails a four-year degree course and an
additional year of pre-registration training in an
“accredited” working environment. The degree covers
many topics concerned with how medicines act in/on
the body, their side -effects, compatibility with other
medicines, appropriate uses, dosages and their
manufacture.
Pharmacists are there to help with any concerns or
queries about prescribed medicines as well as those
that can be purchased over the counter. They have
access to many sources of medicine information or
patient information leaflets, and in addition can contact
other support services such as:
•

Drug companies - who provide information around
the ingredients (active and non-active excipients)
of medicines (e.g. to avoid exposure to know
compounds that may cause allergies).

• Hospital based Medicines Information Units - who
can help with current hospital policies or

information requiring more detailed or specialist
resources.
• National Pharmaceutical Association (NPA) - who
are extremely useful for helping identify whether
unusual items are available on prescription, or with
UK equivalents of overseas medicines.
The ’NHS 111 Service’ also includes possible referral to
a pharmacist as part of their stepped approach to health
queries over the phone.
In summary, pharmacists can support patients and their
families/carers on all aspects of healthcare and
medicines.
This article has attempted to help you get the most out
of your pharmacist and it may sound as if I’m boasting
and blowing my own trumpet. This is probably because
I am. We are a useful resource so please don’t be afraid
to use us!

Do you Enjoy Reading
Other Members Stories?
Articles Needed
We are always in need of some more articles for the
newsletter and would love to read your stories.
Please send in any useful tips, personal stories or
experiences, recommendations of professionals who
know and understand ED, how you cope with ED and
what it means to you, etc., etc. The article can be as
long or as short as you wish.
Many of our members take comfort from
reading other members stories, it often makes
them feel less alone in the world –so please
share with each other via the newsletter.
Here are some ideas
•
what your biggest problems are in dealing with
Ectodermal Dysplasia?
•
are the medical profession helpful?
•
does your school understand?
•
are you being bullied?
•
have you overcome bullying?
•
does your dentist understand?
•
do you have any helpful tips?
•
positive stories of dental treatment/operations
•
how do you get a child to wear dentures?
•
can you recommend medical specialists who
understand ED and the affects it has on
individuals?
•
Fundraising stories
Anything you would like to share with us to make the
newsletter more interesting would be hugely
appreciated.
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Jeans for Genes Day 2017
Paul joined the ED Society this year and kindly
offered to write the following article and was lucky
enough to get it published in his local newspaper, The
Somerset Guardian! Thank you Paul!
---------------Paul Lund is a local community activist and
environmental campaigner. He was born with a rare
genetic condition – Anhydrotic Ectodermal Dysplasia or
AED – and has lived with this life-restricting skin and
respiratory condition for 59 years.
A national fundraising and awareness day for children
born with life-altering genetic disorders takes place on
Friday 22nd September. Jeans for Genes Day involves
schools and work places with children and adults wearing
their jeans and signing up with the campaign to raise
money. https://www.jeansforgenesday.org
“Imagine how you would feel if you could not sweat on
a hot day or on the games field, at the gym or at work.
What would you do if you could not perspire to keep
cool or when you had a fever and needed to keep your
body from overheating? For those who inherit this rare
genetic condition, life without sweat glands and normal
temperature regulation is a reality.
There are a group of 170 different syndromes,
collectively known as Ectodermal Dysplasias (ED).
Symptoms can leave a child not only without sweat
glands, but affect many other parts of their body for life.
Ectodermal Dysplasia not only alters skin function and
melanin levels, but also hair, teeth, nails, lubricating
glands in the mouth, throat, eyes, nose and the
thickness of moist linings in the air ways. Chest
infections are common with the latter symptom.
Evaporation of body sweat is part of our first defense
against high temperatures or physical activity which
would increase the body’s normal 37°C (98.6°F)
temperature, but without this ability to regulate we can
rapidly become heat fatigued, develop heat stroke and
risk organ failure. A body temperature that reaches
40°C (104.0F) is life-threatening.
When our sweat is not enough to keep us cool we can
turn to cold drinks, bathing in a pool, the sea or using
some other cooling method, but young children cannot
easily indicate their heat-related distress, which is
made more acute with Ectodermal Dysplasia. If
hyperthermia (increased body temperature) goes
untreated it can become a medical emergency. In very
young infants the danger with ED is more immediate
either through overheating or infection of the air ways
and lungs. Early intervention with antibiotics is

necessary and intensive care until the fever subsides. In
my own case, I would have died within one month of
birth if Streptomycin had not been administered – as a
last resort.
Children and adults with an ED condition have their
lives limited by needing to self-regulate temperatures,
avoid UV light damage and cope with a range of side
effects such as early hair loss, swallowing problems,
absent teeth, deafness and frequent infections. They
may also have a characteristic facial appearance which
will lead to bullying problems at school and relationship
difficulties as children grow older.
The Ectodermal Dysplasia Society is the UK’s only
charity helping families and individuals with this genetic
disorder. They are one of the many organisations
taking part in the Jeans for Genes Day to raise
awareness of all genetic disorders affecting children.
In my own case of AED, I have no sweat glands and
suffer with frequent respiratory infections and skin
problems, some deafness and most obviously a facial
appearance typical of the condition. There is no cure,
only careful management and for me avoiding the
chance of passing on the faulty gene. My childhood was
very difficult and whilst this disorder was not diagnosed
until my late teens, by which time I had lost most of my
hair and had significant self-image difficulties, it meant
there was no professional support or medical advice
available during those most important years of
development.
The charities that support children with genetic
disorders will use the money raised on the Jeans for
Genes Day to support more children and families, to
help diagnose the conditions and manage the problems
they face with daily living needs.”
NOTES
Not part of this article but interesting facts.
Hot days and heat waves are particularly a problem
for ED suffers. Often it is the outside humidity levels
that cause the heat related problems because high
humidity will make the temperature effect worse.
If the air temperature reads 29°C (85˚F) but there’s
zero humidity, the temperature will actually feel like
its 26°C (78˚F). If the air temperature reads 29°C
(85˚F), with 80 percent humidity, it will actually feel
like 36°C (97˚F)
If anyone has a story they would like to share on how they
took part in Jeans for Genes day this year please get in
touch and let us know, we would welcome any stories for
our next newsletter
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A Magical Gift!
By Debra Kaye

Honour ride along in a special Disneyland Paris car at
the front of the parade, which opens the main parade.
We also got to watch the parade from a roped off area
at the top of Main Street. It truly was amazing – the car,
the crowds, the atmosphere – Claire, Sarah and Mia
truly loved it – it was the start of the magic.
After the parade Aaron had arranged for us to meet
some of the princesses, again this was magical. The
girls were in awe at how beautiful, kind, friendly and
charming they were.
We spent the next few days celebrating Mia and Claire’s
birthdays and enjoying the fabulous Disneyland Paris
rides, shows and meeting the characters. Without the
Green Access Pass I really think we would have
struggled, so thank you again to the Ectodermal
Society for helping with the letter….

Where to begin…..Let me introduce the family…
We are, myself, my husband Robert, Sarah (11), Mia (8)
and my foster daughter Claire (6). Claire was born with
Ectodermal Dysplasia and also has other on-going
complex medical problems.
Through Haven House Hospice and the generosity of
The S.A.M Fund (Smiles and Memories), we were lucky
enough to be gifted a wonderful 5 ‘magical day’ holiday
to Disneyland Paris. The taxi picked us up and took us
to Ebbsfleet in Kent, so we could catch the direct train
to Disneyland Paris where we were to spend 5 magical
days. The staff at the station were great… especially as
it was our first time to Disneyland and travelling with
Claire, it was pretty daunting for her not knowing what
to expect. A lovely gentleman kindly helped us and
once through security and passport control he spoke to
his colleague in the waiting area who reassured Claire it
was ok, gave her a colouring book and pencils to take
her mind off of the crowds. When it was time he would
advise us to go and wait on the platform before the loud
announcements were to be made.

On our penultimate day we sat and watched the
Princess Show by the castle. Usually at the end of the
show the cast come off the stage and go back inside.
However today, whilst watching the show, Princess
Tiana and a couple of the other princesses (who we met
a few days earlier) recognised Claire, who was sitting
blowing kisses at them, and they waved back at her. As
we were getting ready to leave, Sarah noticed a crowd
of people still hanging around, so she went to see what
was happening… The Prince and Princesses were
gathering at the bottom of the castle near the well. All
of a sudden, we were called over to come and have our
photo taken with them – this does NOT usually
happen… it was amazing. They all gave the girls hugs
and spoke with them, then we then joined in for a group
photo. On our last day we also managed to meet up
with the other characters for a hug and a photo – thank
you to every Prince, Princess, character, cast member
and everyone else who made our time in Disneyland
Paris so magical and special – it certainly is a wonderful
place where plenty of smiles and memories were
made……

The journey was not too bad – Claire slept for some of
the way so was full of energy when we arrived at
Disneyland Paris. Her face was a picture of delight…
We went to City Hall to get our Green Access Pass
which, with the thanks to the Ectodermal Dysplasia
Society who kindly wrote us a letter to take with us, was
issued without any problems or delays. It meant that
Claire could access the rides and book the ‘meet and
greets’ without having to queue in the warm weather,
which would have affected her otherwise.
We met Aaron, an amazing Cast Member who gave us
some great tips and advice. That day we were truly
honoured to be “The Family of Honour”. The Family of
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Temperature Research
Programme in Portsmouth
“Clarify how much your child sweats
and find the best methods for cooling”
In July we were fortunate to take part in a fantastic
research programme at Portsmouth University,
assessing thermoregulation in children with a diagnosis
of Ectodermal Dysplasia. Professor Mike Tipton, who
is a member of the board of directors of the ED Society,
is running this programme in the Extreme
Environments Lab in the Department of Sports Science,
led by Dr Heather Massey.
Our son was diagnosed with ED about 7 years ago and
since then we have taken great care not to expose him
to high temperatures and we have restricted exercise in
warm conditions. As many members know, it is not
easy to monitor a small boy’s activity all of the time and
it is stressful both for the child and the parents to have
to always consider the risk of overheating.
Discovering that Professor Tipton is an expert in
thermoregulation, I contacted him in the spring to
enquire about how much water our son should drink
when exercising or in warm climates. Professor Tipton
told me about the research and he kindly invited us to
take part in the programme.
We had a fantastic experience in the lab in
Portsmouth. Dr Heather Massey and her team were
utterly wonderful in every way. They welcomed us so
warmly and made what could have been an
uncomfortable experience actually very enjoyable!
Our son was fitted with monitoring devices and then
exercised for 30 minutes on a walking machine in a
room that was kept at 30 degrees. His heart rate and
sweat response were monitored and a thermo-sensitive
camera was used to identify areas of skin which were
cooler than others. The testing took about 4 hours in all
and was carried out over two days, so we stayed
overnight in Portsmouth and enjoyed the sights,
including visiting the Mary Rose (which we highly
recommend!) On the second day, the same monitors
were fitted, and our son exercised a little more
intensely. Then he immersed his hands in a tank of cold
water and his reactions to this cooling method were
recorded.

because it caused his sweating response to diminish, so
we now know not to use this particular method of
cooling for him.
Heather explained that she can help to identify the
most appropriate cooling methods for each child, even
if the child does not sweat adequately, as was the case
for most of the children assessed so far. She has found
that most children do have at least small areas that
sweat, for example the feet, and she can advise on how
to help cool each child according to their own
profile. We found that the best way for our son to
effectively cool down is to take a break from
exercise. Heather also explained to us that frequent
exercise regularly increasing deep body temperature,
for those who are able to sweat, forms part of the
process of heat acclimatisation (adapting to being
warm), which will mean that our son should develop
more sweating and start to sweat sooner after his body
temperature starts to increase. That way he should
become better able to maintain a cooler deep body
temperature and exercise in warmer environments for
longer or at higher intensities without overheating. I
also found it very helpful to be able to ask Heather
several practical questions, e.g. how much water he
should drink if exercising over long periods or in a hot
climate.
Professor Tipton and Dr Massey’s team would
welcome other families who would like to clarify how
much, and in which areas of the body, their child
sweats and what are the best methods for cooling.
For more information, they can be contacted
at: heather.massey@port.ac.uk.
Dr Massey also kindly makes parking at the University
available free of charge and the ED Society are happy
to offer help with accommodation and travel costs.

We were fortunate to be one of the families who
received wonderful news due to Heather’s testing. We
discovered that our son does sweat and is able to
regulate his deep body temperature himself. We also
learnt that hand immersion did not work for him
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2018 Membership

Fundraising – Our grateful
thanks

Since 2001, the ED Society’s membership has remained at
£10.00 a year, during which time our workload has considerably
increased and the number of people contacting us continues to
grow on a weekly basis. We are therefore increasing the
membership fee to £20.00 from January 2018.

For the many donations that have been coming in
over the last 3 months.
Thank you to everyone who sent in donations with
their membership form and to all those who pay
regular donations by standing order.

The Ectodermal Dysplasia Society is a non-profit organisation
which depends solely on donations and membership for its
future.
Why become a Member?
You will have:
•
•
•
•

•
•

•
•

the opportunity to apply to the Support Fund (UK
members only)
free subscription to request printed literature excluding
the booklet
voting rights at the AGM
help with completing DLA, PIP and Blue Badge
application forms, together with assistance with
appeals and tribunals
our members’ e-newsletter packed with the latest
events and news
the opportunity to apply for financial assistance to
attend events provided by the Society, UK members
only
access to expert support
access to our medical specialist network

As a new member, you will also receive our welcome pack and
ED Booklet (a guide to ED – normally £3.50).

Huge thanks to….
Rebecca Nelson for completing the ‘Glow in the Dark
5km’ and the ‘Inflatable 5km’ and raising £1595.21.
Gill Squires and the Archbishop Holgate hospital for
holding coffee mornings and raising £353.
Louisa Macnair for the £30.53 donation we received
from Milborne St Andrews First School Dorset.
Diana Goodman for £33.98 from recycling her car
through the Give a Car Scheme.

How your membership helps:

Debbie Groves for holding a fabulous summer
fundraising event and raising £200 for the Society.

Your membership:

King Edward IV High School for Girls for a donation of
£168.40.

•
•
•
•

Enables the ED Society to provide the help and support
individuals and families need
Gives a voice to the thousands of people in the UK and
overseas who live with ED, by pushing for change in the
recognition of ED and by sharing their experiences
Enables the ED Society to produce informative
literature
Helps secure the future of the ED Society

Please keep your donations coming in and,
if you don’t do it already, please sign a Gift
Aid declaration.

You will find your new membership form for 2018 attached
with this month’s newsletter.

info@edsociety.co.uk
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Thank you from our Members
IP Awareness Month
Jessica Van CoeVorden – mum to Martha
Since our son Alex has started going around telling
people “Martha has IP, I have eczema”, I thought I’d
explain!

A New Home - thanks to
the ED Society
I am a single mother of a 4 yr old daughter and 3 yr
old son who has HED.
I lived in a tiny two bedroom house which had a
dangerous, sinking garden that the children
couldn’t play in.
The house was damp and was totally unsuitable for
Alfie. Having ED meant Alfie couldn’t share the
bedroom with his sister due to the temperature etc.,
so he had to share with me which meant I was
getting ill due to the temperature of the room etc.
Alfie was in hospital all the time with chest
infections and pneumonia.

IP is a genetic condition most commonly affecting
skin, teeth, eyes and hair, but Martha didn’t inherit it
from either of us, it’s just something that happened
when she was conceived. She was born covered in
blisters which eventually scabbed over and came off.
She then developed lines in her skin where there is
more pigment, so she’s got a stripy little tummy. Her
teeth are coming through late and are somewhat
misshapen, but she still manages to eat very well.
Regular eye checks haven’t shown anything
concerning, thankfully. We are very aware how lucky
we are – IP can have neurological effects and cause
serious eye problems. We’ve been very well
supported by friends and family and Diana Perry at
the ED Society.
And as you can see, Martha is a beautiful, funny and
happy little girl who is (usually) a delight to have.

I was at my wits end. I had spoken to the Council
numerous times explaining my situation, but they
couldn’t (or wouldn’t) grasp how important it was to
keep Alfie safe at a normal temperature, so I wrote
to Diana Perry at the ED Society. Diana wrote a
letter for me to the Council and within a week I had
a visit from a Council Officer. He listened to my
concerns and then put me straight on the list for a
new, more suitable home. In no time at all we
moved and have now settled in the new house. It is
perfect and since the move Alfie has only been
admitted to hospital once, which is truly amazing as
in the old house Alfie and I were staying in hospital
every few weeks.
Alfie and my daughter Millie~Mae are both doing
great. We are all so thankful to the ED Society, they
helped me so much and without them we would still
be in the old house and Alfie’s heath would be much
worse.

Trustees Needed
Have you ever thought of becoming a Trustee?
We are looking for two people to join our Board of Trustees. The role involves attending two meetings a year which are
held in Cheltenham on a Saturday, may occasionally require you to proof reading documents written by the office staff,
answering general questions from the office, sharing any ideas you may have, answering some emails when we have
need of help and offering general support to us in the office.

If you think this is something that would be of interest to you, please email info@edsociaty.co.uk
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Genetic Inheritance
Patterns - How genetic
disorders are inherited
Please refer to the Ectodermal Dysplasia Society website
www.edsociety.co.uk for more detailed information
regarding inheritance patterns.
Ectodermal Dysplasias are caused by altered genes. The
altered genes may be inherited or normal genes may
become defective (mutate) at the time of conception. The
chances for parents with Ectodermal Dysplasia to have
affected children depend on the type of Ectodermal
Dysplasia that exists in the family. It is important to
remember that a person cannot choose or modify the
genes that he or she has, and that events of pregnancy do
not change the genes. Thus, parents who have a child with
Ectodermal Dysplasia should not think that they did
anything to cause the defective gene and should not blame
themselves for its existence. Genetic counselling is
available for families. There is a section further on which
explains the inheritance patterns.

Autosomal Recessive inheritance occurs only when both
copies of the relevant gene are altered. This almost always
occurs when both parents are unaffected carriers and pass
the gene alteration to their child. The child then does not
have even a single unaltered copy of the gene and is
therefore affected by the disorder. Each parent will have a
single altered (non-functioning) copy of the gene and the
chance that they will both pass this to the same child is 1 in
4 (25%).

The Ectodermal Dysplasia Society advises individuals who
have been diagnosed with an Ectodermal Dysplasia
syndrome, or the parents of children affected by an
Ectodermal Dysplasia syndrome or those who might be
carriers, to seek genetic counselling. In this booklet we
provide a brief overview of the most common types of
inheritance pattern, but each situation will be specific to
that particular family. You are advised to speak with a
Genetic Counsellor or Clinical Geneticist about the chances
of Ectodermal Dysplasia being passed on to future
generations.
Genes are the coded instructions that shape how the body
develops and functions. They are found on the
chromosomes in the nucleus of each cell in the body. For
most genes, we have two copies: one being inherited from
each parent. This does not apply to the sex chromosomes
in males, who receive an X chromosome from their mother
and a Y chromosome from their father, but otherwise it is
true. We have 23 pairs of chromosome: the sex
chromosomes (usually XX in a female, XY in a male) and 22
pairs of autosome.
Autosomal Dominant inheritance occurs when a single
altered copy of the gene is enough to cause a problem in
the person who carries it, despite that person having
another, intact copy of the same gene. A person affected
in this way will have a 50% (1 in 2) chance of passing the
disorder onto each of their children regardless of the
gender of the parent or the child.

X-Linked Recessive - Recognition that many genes,
important for a variety of tissue functions, are carried on
the X chromosome whilst the Y chromosome only carries
the gene for maleness but seems to do little else, has
allowed us to explain sex-linked inheritance. If a mutation
in a gene on the X chromosome causes a disorder, it will
usually do so much more clearly and severely in a male than
a female. This is because a boy has only one copy of any
gene on the X chromosome, whereas a girl has two copies.
A girl therefore has a second X chromosome which carries
a working copy of the gene and this may compensate for
the malfunction of the faulty gene.
Despite this, however, a mutation in a gene on the X
chromosome can often show in a female because only one
of the two genes will be active in any one cell in the body.
In fact, a female has patches where she uses the genes on
one X chromosome and other patches where she uses the
genes on the other X chromosome. Just which X
chromosome is active in any one area on the body is
random – it is down to chance.
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X-Linked Recessive inheritance occurs when a single
altered copy of the gene is enough to cause a disorder in
the person who carries it. A Father affected in this way
will have a 100% chance of passing the disorder on to his
daughters.

X-Linked Recessive inheritance occurs when a single
altered copy of the gene is enough to cause a disorder in
the person who carries it. A Father affected in this way will
have a 100% chance of passing the disorder on to his
daughters.

X-Linked Dominant inheritance occurs when a single
altered copy of the gene is enough to cause a disorder in
the person who carries it, despite that person having
another, intact copy of the same gene. A Mother affected
in this way will have a 50% (1 in 2) chance of passing the
disorder on to each of their children regardless of the
gender of the parent or the child

A New Mutation
Sometimes, a genetic disorder occurs as a new event, "out
of the blue", in a child and there seems to have been no
inheritance of the disorder from either parent. In this case
the disorder is classed as a new mutation. When a child has
an Ectodermal Dysplasia syndrome and the parents are
confirmed by molecular diagnosis (through blood samples)
not to be carriers of the syndrome, there is only a very small
chance that the mutation will occur in another child of the
same parents. The affected child however, will have a
chance of passing the disorder to their children.
Back to X-Linked Inheritance
A boy born to a carrier female has a 50% chance of being
affected and a girl has a 50% chance of being a carrier, like
her mother. All sons of an affected male will be unaffected
as they get the father’s Y chromosome which does not
carry the altered gene, but all his daughters will be carriers,
and may show some features of the disorder) as they get
their father’s X-chromosome which carries the altered
gene.
Statistical probabilities are all very well when being
reassured by comfortingly low odds (often the case after
genetic counselling), but it is not much help to those facing
a high chance of an affected child. People often want to
know whether they are a carrier or not; whether the
developing baby is affected or not. All else is just agonising
uncertainty. It has only been through the advances of
molecular genetics that most carrier testing and early
prenatal diagnosis have become possible.
The genes involved in Ectodermal Dysplasia syndromes
can be passed down from generation to generation.
However, the chances that a man and woman will have an
affected child will depend on the inheritance pattern of the
type of Ectodermal Dysplasia in that family.

The Ectodermal Dysplasia Society,Unit 1 Maida Vale Business Centre,Cheltenham, Glos. GL53 7ER
Tel: +44 (0) 1242 261332 Mobile: +44 (0) 7774 465712 www.edsociety.co.uk Email: info@edsociety.co.uk
Ectodermal Dysplasia Society (Registered Charity No. 1089135). Disclaimer: Any views or opinions are made by the author in good faith. No liability whatsoever is accepted by the author or the
Ectodermal Dysplasia Society. Recipients should make their own additional enquiries of medical and other relevant authorities before acting on these views. The use of a product name does not
constitute a 0recommendation or endorsement by the author or the Society.
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